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Abstract The detection of unknownmutationsis importantboth in population geneticsresearch and in
diagnosis. At present, two different methods mesubed to detect either point mutations or larggesgenetic
rearrangementswhich is costly andtime-consuming.We describe here a new method floe simultaneous
detection of these two types ofutations.lt is basedon electrophoretic heteroduplex analysis (HDA) using
enhancedmismatchmutation analysifEMMA) and semiquantitativenultiplexed PCRconditions.

The use of such conditions allows tl@multaneoussearch of any kind of mutation in up to fidiferent
fragmentsper capillary, in a single or multi-CE system. The nwethwas validated on patient samples with
mutationsin the breastpredisposition gen®RCA1L. It leads to highly reliable andigh-throughputmutation
detection at low cost, as compared with classicathods.
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